[Characteristics of a 3-year-old girl with an additional isochromosome of the long arm of an X-chromosome (47,XX, + i(Xq))].
Report on a 3 year old female with mild dysmorphies, moderate developmental retardation and dysplasias of multiple thoracic vertebrae. These features are related to an additional isochromosome of the long arm of an X chromosome. The phenotype is difficult to understand if the additional genetic material would be inactivated totally as shown by late replication. In the literature only two similar cases are recorded.